[Familial amyloid polyneuropathy: clinicopathological aspects].
Due to the recent developments in biochemical and molecular analyses, the diagnosis of familial amyloid polyneuropathy (FAP) is greatly improved, and its prevalence is not considered as rare as was previously thought. The development of antiamyloid medications, such as tafamidis and diflunisal, has increased the value of early diagnosis of FAP. Transthyretin (TTR) Val30Met-associated FAP (FAP ATTR Val30Met) is the most common form of FAP. The characteristics of patients with early-onset FAP ATTR Val30Met from endemic foci in Japan include the presence of sensory dissociation and marked autonomic dysfunction associated with a predominant loss of small-diameter myelinated and unmyelinated nerve fibers. These characteristics are not common in late-onset patients from non-endemic areas. The distribution and characteristics of amyloid deposits in late-onset cases were similar to those of senile systemic amyloidosis with wild-type TTR deposition. Because patients with late-onset FAP ATTR Val30Met from non-endemic areas manifest nonspecific clinicopathological features, physicians may not consider FAP as possibility in the early phase of the disease; hence, some of the patients may be misdiagnosed as having chronic inflammatory demyelinating polyneuropathy (CIDP). Therefore, close attention should be paid to the possibility of a FAP diagnosis at the time of initial evaluation of any neuropathy of undetermined etiology to avoid misdiagnosis.